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X-cuenneHHas agpeHonenkoamcTpodus — HacneacTBeHHoe X-CLenneHHoe 3aboneBaHne 0bMeHa BeLWeCTB C
NopaxeHWeM HePBHOWM CUCTEMbI Y PUCKOM HaANOYEYHNKOBOWM HEAOCTaTOYHOCTU. PekoMeHaLms onunceiBaeT
MOATBEPXAEHNE ANAarHO3a, PErynsipHbIi KOHTPOb MPT 1 dyHKLWM HaAMOYEYHUKOB, METOTEPANMIO, MOKa3aHMs K
TPaHCMNaHTaLLWM FreMOMNO3TUYECKMX CTBOOBBIX KNETOK 1 MYNbTUANCLMNNMHAPHOE HaBMioAeHVE.

naBHOe

+ 3aboneBaHwue Bbl3BaHO NaToreHHsIMK BapraHTamu ABCD1, HapyLlaloWwMm TPAHCNOPT 1 NePOKCUCOMHOE
OKMCNEHME HaChIWEHHbIX O4YEHb AIMHHOLLEMOYEYHbIX XMPHbIX KMCMOT; MX HaKOMNeHWe CBA3aHO C NopaxeHem
HEpPBHOM CUCTEMbI 1 PA3BUTMEM HAAMNOYEYHNKOBON HEAOCTATOUHOCTY.

OCHOBHble PeHOTUNMbI: AeTCKas, loHoLWeckas U B3pocras LepebparbHble GopMbl, afpeHoOMUenoHenponaTms,
M30MMPOBaHHAasA HaNOYEUHUKOBAs HEJOCTATOUYHOCTb, 6ECCUMMNTOMHAA HOPMAa, aTUMUYHbIE HOPMbI 1 MPOABIEHUS
Y FeTepo3UrOTHbIX HOCUTEMBHWLL,

HannoyeyHKkoBas HeOOCTaTOUHOCTb BCTpeyaeTcd B 70-80% crnyyaeB B cOCTaBe Mobon GopMbl, KpoMe
6eCCUMNTOMHOM, MOXET MOSBUTHCS [0 HEBPOMOrMYECKMX CUMNTOMOB M COXPaHSIET PUCK Pa3BUTUS Ha MPOTSXKEHWN
XU3HW; TUNMNYHBI FTMnepnnurMeHTaumns, CnaboCTb, CHMXEHWE MacCChl TeNa, M’MNOTOHUS, FTMMOrNMNKEMUS U npu
MWHEPanokKoOPTUKONOHOM ,EleCDVILLVITe — Tdra K conu, peBoTa, rmnoHaTpneMna n runepkannemMmnsd.

MPT ronoBHOro Mo3ra CnocobHa BbISIBUTL LiepebparbHble 3MEHEHNS A0 MOSABNEHWSA HEBPONOrNYECKMNX
CUMMTOMOB; Mpuv NoAaTBepxaeHHon X-AJ1[] ee NpoBOAAT B AvHaMuKe: € 12 MecsALeB 0 3 NeT exeroaHo, ¢ 3 4o 12
NeT Kaxable 6 MecsaueB, C 12 neT exeroaHo.

MNpu paHHel LiepebpanbHon GopMe PeKOMEHOYEeTCH TPaHCNIaHTaUUs reMono3TUYECKMX CTBOMOBbIX KNETOK A4
OCTaHOBKM UNW 3aMeNEHNSA MPOrpecCPOoBaHMA 3a60/1eBaHNS; ONTUMarbHble KpUTepun oTéopa —
dyHKUMOHaNbHaa HeBPONOrnyeckas LWkana MmeHee 2 6annos v wkana Jlynca He 6onee 10 6annos.

MNocne noaTsepXaeHNsa AMarHo3a Heo6xXoAMMO MeIMKO-TeHEeTUYECKOE KOHCYNbTUPOBAHNE CEMbU U CEMENHDBIN
CKPWHWHI; y MaTepu NaumeHTa cnegyeT MckaTb HOCUTENbCTBO, a BapuaHTbl ABCD1 HEACHOO KITMHNUYECKOrO
3Ha4YeHWs HeMb349 MCNOMNb30BaTh ANA NPUHATUS KITMHUYECKM 3HaYNMMbIX PELLEHNN.

OunarHocTuka

1. CobpaTb CeMEenHbIN U KIMHUYECKUI aHaMHe3: YTOUYHUTL Crlydan CXOOHbIX CUMMTOMOB Y POACTBEHHUKOB MO
MaTEPUHCKOW NNHWUM, PAHHIOIO CMEPTb MasibyYMKOB, HAPYLLEHWUA MOBEAEHUS, NaMATU, 3PEHUS, CITyXa, MOXOAKM,
YYBCTBUTE/IbHOCTU, TA30BbIX QYHKLMI, @ TaKKe 3nmM300bl NOTEMHEHNS KOXW, CNaboCT, PBOTHI 1 TAMM K CONEHOM
mvwe. YYPC, YOO 5.

2.TpoBeCTV OCMOTP C OLLEHKOW rMneprvrMeHTaumm, Macchl Tena, anM3oa0B CHUXEHWUS apTepuanbHOro AaBneHus,
Typropa Koxu, anoneumm 1 Nnpu3Hakos NOMMHENponaTum: UCTarnbHOW CNaboCTu N aTpodun, HapyLLEHWI
4YYBCTBUTENBbHOCTU, CHUXEHNS NMTMBO OTCYTCTBUS CYXOXUNbHBIX pednekcos. YYP C, YOO 5.

3.MoaTBepanTb BroxmMmmudeckun oedekT: onpenenutb OALKK C26:0, C24:0, C22:0 1 cooTHowWweHms C24/C22 n C26/
C22 B nna3Me MeETO0M ra3oBov XxpoMaTorpadum — Macc-CrnekTpoMeTpuu. iccnegoBaHue nokasaHo BCEM
naumeHTam C KNnHn4ecknm nogo3pennem Ha X-AN4d. YYP B, yO4 3.

4. BoInONHUTBL MONeKynsapHO-reHeTuyeckoe nccrnenosanHne ABCD1 MeTooM cekBeHnpoBaHus no CeHrepy nméo B
COCTaBe NaHenbHOro, MOIHO3K30MHOMO UMM FTEHOMHOIO CEKBEHVPOBaHMSA. [InarHO3 NOATBEPXAAET reMU3NUrOTHbIN
NaToreHHbIV UMM BEPOATHO-MATOreHHbIV BAPUaHT Y MY>XXUYMHbI IMB0 reTEPO3UrOTHBIN TaKoM BAPUaHT Y XEHLLUMHDI;
BapWaHT HEACHOI O KNIMHUYECKOr0 3HaYeHns amarHo3 He noatesepxaaet. YYP C, YO 5.

5.Y nauuneHToBs ¢ noaTsepxaeHHon X-AI n/vnv npusHakamm HagnovYeyHMKOBOM HEAOCTaTOMHOCTU UCCNeaoBaTh
obwmn kopTnaon, AKTT, HaTpUK, Kanui, roKO3Y U PeHWUH NN aKTUBHOCTb PEHWHA MNa3Mbl; NpeanoyTUTeneH
3abop B 7-9 4acoB yTpa. XapaKTepHO coyeTaHue KopTmnaona meHee 140 HMonb/n v AKTT, BOBOE NpeBbILLatoLwero
BEPXHIOIO rpaHnLy pedepeHca nabopatopun. YYP C, YOO 5.
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6. MpoBecTy MPT ronoBHOIro MO3ra BCeM NnaumeHTam ¢ nogospeHnem Ha X-AJ1 v noATBEPXAEHHbIM AMarHO30M;
6a30BbI NPOTOKON A0MXeH Bko4YaTh 3D T1, T2, 3D FLAIR 1 DWI, a KOHTpacT1poBaHWe BbINOMHAT MO KIMHUYECKUM
nokazanuam. YYP A, YOO 1.

7. Ans oueHKM nopaxeHnsa nepudepryecKorn HepBHON CUCTEMbI UCMONB30BATb CTUMYNALLUOHHYIO
3MEeKTPOHENPOMUOrpaduio, Ars CBOEBPEMEHHOT O BbiIBNEHUS anunencum — 331 n/unv sBnaeo-33T, a npu
KIIMHWYECKOW KapTUHE aapeHoMuenoHenponatn — MPT CIMHHOMO MO3rra NPEVMYLLECTBEHHO A9 UCKTIOYEHUS
Apyrux 3a6onesaHun.

INNeueHue

* [pUHLMMNbI 3aMeCTUTENbHOW Tepanum HagnouYeYHNMKOBOW HeOCTaTOMHOCTH Npu X-AJ1 He OTMYaTCA OT
MPUHLMMNOB NeYeHns Apyrnx opm HaanoveYHMKoOBON HE4OCTaTOYHOCTY.

MNepepblB B 3aMeCTUTENBHOM Tepanumn Unm NoBblLLIeHWEe NOTPEOHOCTN B FOPMOHAaX KOPbl HaANOYEYHUKOB Ha pOoHe
60ne3HM 1 CTPECCOBbLIX COCTOSAHUIN MOXET NPUBECTW K OCTPOW HaANOYEYHMKOBOW HEAOCTaTOYHOCTY.

TpaHCI'Il'IaHTaLI,VIﬂ reMonoaTNYEeCKMX CTBONOBLIX KNETOK HE KOPPEKTUPYET Haano4eyHNKOBYO HeOCTaTOUYHOCTb,
NO3TOMY Nnocne Hee HeobxoaMMa NoXmM3HeHHas rOPpMOHanbHadA 3aMeCTUTeNnbHada Tepanng.

Mocne 2 neT gonyctuMa aneToTepanus ¢ orpaHndeHmemM OOLDKK v ncknoveHnem nctouHnkos C26:0; Lenesown
ypoBeHb notpebnerHns C26:0 — MeHee 2-3 Mr/CyT, a Xu1pbl AONMXHbLI COCTaBNATbL MeHee 15% obLLen KanopuinHoCTu.
[10 2 neT Xupbl HE OrpaHUYMBAIOT, UCMOMb3YIOT MPOAYKTLI C ECTECTBEHHO H13KUM codepxaHnem OOLPKK. YYP B,
yans.

Macno JTopeHLO — CMeCh runuepunTpuoneaTa v ruuepunTpuapykaTa B COOTHOWEHUN 4:1 — NPUMEHSAIOT Y
naumeHToB ¢ 6eccuMnToMHON dopmon X-AT1 nnv Ha paHHUX CTaausax LepebpanbHbix GopM, 0BbIYHO He paHee 2
neT, npeanoyTuTensHo Ao 10 neT npu HopMansHoW MPT; Npu HexXenaTe NbHbIX SBNEHUSX, HanpuMmep
TPOMBOLLMTOMNEHWN, PACCMATPUBAIOT KOPPEKLLMIO AO3NPOBKM UM OTMEHY. NpK Hannunm HEBPONOrMHECKNX
CUMMNTOMOB U MPT-13MeHEeHU, BbIPaXEHHOW HEBPOIOrMYECKON CUMMTOMAaTHKE, HeJaBHO YCTaHOBNEHHOWM
aapeHOMUENOHENPONaTUN U Y XEHLUMH-HOCUTENbHWL, Npenapart He nokasaH. YYP B, YO 3.

HeTam ¢ X-AJ10 1 XpOHUYeCKOoM BoCnannTensHoN AeMUeNnMHU3MPYIoLWe NoNMHenponaTmnen MoXHO CENEeKTUBHO
Ha3Ha4aTb HOpMarbHbI IMMYHOMNOBYMH YenoBeka BHYTPUBeHHO: 1/Kr 3a 8-12 Yacos Kaxable 15 AHewn B nepsbie
3 MecsLa, 3aTeM exemecsayHo B TedeHve 1Troga. YYPC, YOO 4.

TpaHcnnaHTaUmMs reMonosTMYeCKMX CTBOMOBbIX KNETOK NoKa3aHa npu paHHen LiepebpansHom GopMme;
onTMMarnbHble KpuTepunm otéopa — GyHKLIMOHaNbHaa HeBpPoIornyeckas LWkana MeHee 2 6annos v Wwkana Jlynca He
6onee 10 6annos. [Npu TAXENbIX HEBPOIOrNMUYECKMX HAPYLLEHWSX, BbIPaXEHHOW AeMeHLmun 1 |Q MeHee 80
TpaHcnnaHTauus HelenecoobpasHa. YYP B, YO 3.

Mpw oTcyTCTBUN HLA-COBMECTMMOrO OHOPA M BLICTPOW NPOrpeccumn LepebpanbHON GopMbl NokasaHa
ranfovaeHTUYHas TPaHCNNaHTaLmMs; MOUCK AOHOPa HaumHatoT ¢ HLA-TURMpPOBaHUS YNeHOB CEMbW MEPBON NIUHUN,
He ABNAIOLWMXCH HOCUTENAMM, 3aTEM ULLYT HEPOACTBEHHOIO JOHOPA.

CUMNTOMaTUYECKOE NeYeHNe 1 peabunmTaumio NPpoBOAAT MYNbTUANCLUMNMHAPHO; MPY BO3MOXHOCTM U
KIMMHUYECKON HEOBXOAMMOCTM MPUMEHSIOT NEYEBHYI0 GU3KYNbTYPY, PACTSXKY CHAaCTUUHBIX U yKpenneHne
0cnabneHHbIX MblLLLL, TPEHMPOBKY 6anaHca v AblXaTeNbHbIX MbILLLL, OPTE3MPOBaHWE, NOroNeanYecKyHo,
MCKXONOrMYECKYIO U HEMPOMCKUXONOrMYECKYHO MOMOLLb.

Korpa HanpaBuTb ¥ KaKk HabnoaaTb

+ OKCTpeHHasa rocnnTanm3aums HyxHa npu Hagno4e4YHNMKOBOM KpU3e 1 APYrMX YrPOXaIOLLUMX XNU3HU COCTOAHMSX,
TPeBYIOLLMX KPYTIOCYTOYHOrO HabNoAEHNS, CreLanbHOro 06CneaoBaHns, MHTEHCUBHOW Tepanum Unv nepesoaa
B peaH1MaLmio.

« [Npr NoOo3peHUn Ha Kp13 HEOHXOAMMO CPOYHO Bbi3BaTb CKOPYIO MOMOLLb WM JOCTaBUTb NaLMeHTa B NpUemMHoe
oTAeneHve; onpeaenunTb HaTPUN, Karnum U rioKo3y, a eCrv HaAno4YeYHUKOBas He[OCTaTOYHOCTL paHee He bbina
yCTaHoBneHa — B3ATb KopTn3on n AKTI o BBeAeHWS MIOKOKOPTUKOWMOOB, €CMK 3TO He 3aepXMBaeT nedyeHue.

- MNnaHoBas rocnuTann3aLmns nokasaHa, Koraa AMarHoCTuKa Unn nedeHne TpebytoT KPYrnocyTOYHOro HabMoAeHMS,
HeobXxoAMMbl 06CNEOOBaAHNS UMW SKCNEPTU3bl, HEBO3MOXHbIE aMBynaToOpHO, MO0 TPebyeTCs OLLEHUTb NoKa3aHus
K TPaHCNIaHTaLmMmM reMorno3TUYEeCKMX CTBOMOBbIX KIETOK.

« [Npw BbIBNEHWM paHHeN LepebpanbHon GopMbl HEO6X0AMMO HaNpPaBKTb NaLMeHTa K Bpady-HeBposory ans
OLLeHKM THXECTM MO PYHKLMOHANBbHOW HEBPOMOrMYecKom LKane 1 wkane Jlyunca n pelexuns sonpoca o TFCK.
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YacTble BOonpochl

Kakne aHanu3bl nogTeepxaatoT X-AJ147?

OcHoBy noareepxaeHna cocTasnsaoT onpeaeneHve OALKK B nna3me n uccnenosaHve reHa ABCD1. [InarHo3
NoATBEpPXOatoT NaTOreHHbIN UM BEPOSTHO-NATOreHHbIN BapnaHT ABCD1 COOTBETCTBYIOLWEro TUMa 1 BUoXuMmuyeckme
OaHHble; BapUaHT HEACHOMO KITMHUYECKOr O 3HaYeHMS AN NOATBEPXAEHUS HE UCMOSb3YIOT.

HyxHo nu uckntoyatb X-AJ1 y Manbymka ¢ Haano4Ye4YHMKOBOW HEJOCTATOYHOCTbIO, ECIIN OBHaPYXeHbl aHTUTENa K
21-rmppokcunase?

Ha. Jaxe npu Hanuunm aHTUTEeN K 21-rugpokcunase y naumeHTa My>Xckoro nona cnepyet nccnegosats OOLXKK,
MOCKOMNbKY ay TOMMMYHHbI Mapkep He nckmtovaet X-AJ1.

Kak vyacTo BbinonHAaTb MPT Mo3ra npu 6eccumntToMHom X-Aa?

B ancnaHcepHOM Hab Mo AeHWM CHUMKM OLLEHMBAIOT eXeroaHo ¢ 12 MecsdLeB A0 3 neT, kaxable 6 mecaues ¢ 3 4o 12 net
nexeroaHo ¢ 12 net. MPT 0CO6eHHO BaxHO, NOCKO/bKY M3MEHEHWS MOTYT MPeALecTBOBaTh HEBPOOrMYeCKUM
CUMNTOMaM.

Korga nokasaHa TpaHCnNaHTauua reMonoaTu4eCkKnx CTeBO10BbIX KNneTok?

OHa nokasaHa npw paHHew LiepebpanbHon hopme, ONTUManNbHO Npu QYHKLIMOHANbHOWM HEBPOMOrMYEeCKOM LKane
MeHee 2 6annoB 1 wkane Jlynca He 6onee 10 6annoB.. [Npy THXeNOM HEBPOOrNYeCKOM AedULMNTE, BbIPaXEHHON
nemeHumn 1 1Q meHee 80 TICK HeLLenecoobpasHa.

YT0 fenaTb Npy NOAO3PEHUN Ha aapeHanoBbii Kpn3?
Hy>XHa aKCTpeHHas rocnutanMsaumns U HeMeaneHHoe Hauano neyeHus. lNpu BO3MOXHOCTH 0 BBEAEHUS

rMHOKOKOPTUKOMAO0B 6epyT KpoBb Ha AKTT 1 06LLMIK KOPTM301, HO OTCYTCTBME BbICTPOr0 3a60pa He AOMKHO
3afepXvBaTh Tepanuio; HeobxoaMMa CPOYHasA KOHCY MbTaLWA 3HAOKPUHOMOra.

Bbik1MKa cienaHa no TeKCTy pekoOMeHAaLIMM 1 He 3aMeHseT ero. MonHbIN opuLmanbHbIN TEKCT, KanbKynaTopbl U COKPaLLEHHas BEpCHs:
https://iukonaceyeHoBa.pd/cr/1078-x-sceplennaya-adrenolejkodistrofiya. OpuumanbHbI UICTOUHKMK: https://cr.minzdrav.gov.ru/preview-cr/
1078_1
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